A new Variant in the MYH11 gene in a Familial case of Thoracic Aortic Aneurysm.
MYH11 (Myosin Heavy chain 11) gene is involved in vascular contractility and several autosomal dominant mutations, have been linked to TAA. Three male members of the same family were found to carry an heterozygous missense variant, in the MYH11 gene and all of them presented a thoracic aortic aneurysm/dilation. We identified a rare missense variant in the MYH11 gene predicted to be damaging and affecting a conserved amino-acid in the myosin tail of the protein. This variant appears to be responsible for our familial case of TAA, as the clinical expression reunited all features of genetic aneurysms.